[Mutation analysis in the CTG-base multiplication in a family with myotonic dystrophy in three generations].
A PCR-based method with a novel silver staining detection was developed for the determination of CTG repeat number in the 3' untranslated region of the MD-PK gene responsible for myotonic dystrophy. Through the investigation of a family with affected members in three generations the application of the method is presented. According to the results, healthy individuals were verified easily, and the repeat number in patients with mild features or with premutation could be determined accurately. In severe clinical forms, e.g. congenital myopathy, the expansion can be deduced only from the lack of amplification, however, this is also helpful if the segregation of familial alleles is known.